A baby girl was delivered by caesarean section at 39 weeks after unsuccessful attempts at vacuum extraction vaginal delivery. Her Apgar scores were 3 and 9 at one and five minutes, respectively. Resuscitation measures included bag mask manual ventilation for bradypnoea, bradycardia, cyanosis, and generalised hypotonia. She recovered promptly and was clinically stable.
A baby girl was delivered by caesarean section at 39 weeks after unsuccessful attempts at vacuum extraction vaginal delivery. Her Apgar scores were 3 and 9 at one and five minutes, respectively. Resuscitation measures included bag mask manual ventilation for bradypnoea, bradycardia, cyanosis, and generalised hypotonia. She recovered promptly and was clinically stable.
The mother was a primigravida and the pregnancy was uneventful. The parents were non-consanguineous and declared no medical family history of note. Maternal serology tests were negative, as was Streptococcus group B screening. The antenatal ultrasound scans were normal.
Examination of the newborn showed persistent generalised hypotonia, the presence of an expressionless face, bitemporal flattening, tent shaped upper lips, a carp mouth with a high arched palate, an abnormal receding small jaw, and mild respiratory distress (fig 1) . Hyporeflexia was also present. Weight, length, and head circumference measures were appropriate for gestational age. At this point it was noticed that the mother had myopathic facial features, and after direct questioning the father confirmed the presence of "muscle disease" in his wife's family. The newborn was admitted to the neonatal special care unit. 
Fig 1 Newborn facies

Questions
Long answer
Myotonic dystrophy type 1 is one of the most common hereditary neuromuscular diseases.
1 2 The phenotypic expression of the disease and its clinical presentation are extremely heterogeneous, and symptoms may go unnoticed or not be taken seriously by carriers, as in the mother of this case. Obstetric problems are common, particularly the need for vacuum extraction (as in this case), which was reported in 21% of cases. 3 Other problems during pregnancy include polyhydramnios, probably as a result of decreased fetal swallowing, and decreased fetal movements, which are thought to be the cause of the increase in abnormal presentations (such as breech or abnormal cephalic presentations). Furthermore, only half of pregnancies reach full completion because of the greatly increased rate of preterm labour, especially in women who have symptoms before conception. [3] [4] [5] The phenotypic appearance of the newborn was strongly suggestive of the congenital form of this condition, also known as Steinert's disease.
What sign would you try to elicit to support the diagnosis? Short answer
The inability to release a firm hand grip quickly (grip myotonia), which would be apparent on shaking the mother's hand.
Long answer
Myotonia is a manifestation of a variety of acquired and genetic muscular conditions that impair the relaxation phase of muscular contraction and lead to slow muscle relaxation times. This phenomenon is related to dysfunction of muscle membrane ion channels. 6 It may occur after voluntary contractions, muscle percussion, or electrical stimulation. In everyday clinical practice, myotonia is easily demonstrated by the inability to release a firm hand grip quickly (grip myotonia) or by tapping a muscle (such as the thenar muscle) with a reflex hammer (percussion myotonia). After the last manoeuvre the thumb moves sharply into opposition and adduction and slowly returns to its initial position in affected people.
In myotonic dystrophy type 1 this sign is usually absent until the first decade of life and is rarely a major clinical concern, although stiffness may interfere with daily activities that require fine dexterity of the hands, such as using tools, household equipment, or doorknobs. Slurred speech may also be a feature of myotonia. Patients with severe stiffness benefit most from avoiding cold and by doing warm-up exercises. The warm-up phenomenon results from the progressive decline in the delay of muscle relaxation times with repeated contractions. 
Admission to a neonatal special care unit is crucial for respiratory and haemodynamic monitoring and support, because neonatal mortality is strongly related to cardiopulmonary problems 2 8 ; namely, respiratory failure and the prolonged need for mechanical ventilation. Fortunately, this was not the case with this patient, who maintained spontaneous ventilation with oxygen dependence during the first 24 hours of life, with further favourable respiratory outcomes. Chest radiography was normal with the exception of thin ribs and mild high displaced diaphragmatic hemicupulas.
Newborn blood evaluation for signs of infection (full blood count with white blood cell differential and platelet counts, measurement of C reactive protein) and cerebral ultrasound detected no abnormalities, such as signs of cerebral atrophy, haemorrhage, or ventricular dilation or enlargement. Echocardiography showed no structural abnormalities and good function.
Major problems were global hypotonia, along with inefficient sucking and swallowing, which resulted in exclusive gavage feeding in the first week. Domperidone and positional measures were used to manage gastro-oesophageal reflux. She was discharged at 15 days with partial enteral tube feeding and consistent weight gain.
How would you confirm the diagnosis? Short answer
Molecular genetics.
Long answer
Myotonic dystrophy type 1 is a multisystemic, autosomal, dominant genetic disease that affects 0.08 in 1000 live births. 1 9 It is caused by the expansion of a CTG trinucleotide repeat in the DMPK gene (locus 19q13.2-q13.3). No other phenotypes are known to be associated with DMPK mutations. 10 Affected people have more than 50 repetitions, and the severity of the disease correlates with the number of repeated triplets, which varies greatly between and within families. There is considerable overlap between the number of repeats and phenotypic presentation, 10 and although the idea is controversial, a genotype-phenotype correlation has been suggested. Amplification often occurs during transmission from parents to children, with a high degree of expansion often occurring in the maternal line. This mechanism underlies the phenomenon of genetic anticipation, which explains the severe congenital form occurring almost exclusively in the offspring of affected mothers.
Molecular genetic analysis confirmed the pathological expansion of CTG trinucleotides: the mother had 790 repeats and the infant had 1750. The family was referred for medical genetic consultation for screening and counselling. Several family members were identified as carriers of the mutation (fig 2) . 
What is the prognosis for this infant? Short answer
A high risk of neonatal mortality and serious disability if she survives.
Long answer
The prognosis depends on the severity of this multisystemic disease. Mortality is related to cardiorespiratory complications-respiratory failure secondary to complicated pneumonia, sudden death and cardiovascular impairment related to arrhythmia or cardiomyopathy-and neoplasms. 11 An unusually high rate of complications, and even deaths, associated with general anaesthesia has also been reported in these patients.
Mortality has been estimated at 30-40% during the neonatal period. 2 The need for mechanical ventilation is a useful prognostic indicator. In a series of 14 severely affected neonates, all those who were ventilated for more than four weeks died from respiratory problems. 8 12 Feeding difficulties and gastro-oesophageal reflux are common problems in the first months of life, with potential need for gavage feeding and prokinetic drugs, as in this case. Children who survive the crucial neonatal period improve their motor skills, although motor and mental development delay is the rule. 4 Early intervention programmes (such as physiotherapy and speech, social and occupational therapies) are therefore vital for successful developmental outcomes. Learning difficulties and mental retardation occur in 50-60% of patients.
2-4 11
After the first decade of life, ophthalmological, cardiac, and endocrine manifestations become apparent, so multidisciplinary follow-up is needed. As part of the characteristic biphasic course of the disease, hypotonia improves, but then myotonia, which is absent in the neonatal period, becomes a prominent feature. In addition to mortality related to cardiorespiratory events, cataract disease and endocrine complications-such as insulin resistance and, rarely, diabetes-have been reported in this disorder. Life expectancy is not necessarily reduced, although survival data come from just a few studies.
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Patient outcome
The infant was discharged home after 15 days with partial enteral tube feeding. This was replaced by bottle feeding after the first month of life. At 22 months, she started to eat the family diet, although adjustments to solid food are still needed. Her growth parameters are normal (50th to 75th centile).
With regard to psychomotor development, she has global delay, which is mainly caused by her motor limitations. She attends regular physical therapy sessions, but-despite the clear improvement in hypotonia-she is still unable to sit or walk without support.
She has no obvious learning disability or delay in speech or language. She is currently 3 years old and can understand simple commands, recognise objects, and has good social interaction.
